Prototypical cases and adaptation rules for diagnosis of dysmorphic syndromes.
Since diagnosis of dysmorphic syndromes is a domain with incomplete knowledge and where even experts have seen only few syndromes themselves during their lifetime, documentation of cases and the use of case-oriented techniques are popular. In dysmorphic systems, diagnosis usually is performed as a classification task, where a prototypicality measure is applied to determine the most probable syndrome. These measures differ from the usual Case-Based Reasoning similarity measures, because here cases and syndromes are not represented as attribute value pairs but as long lists of symptoms, and because query cases are not compared with cases but with prototypes. In contrast to most dysmorphic systems our approach additionally applies adaptation rules. These rules do not only consider single symptoms but combinations of them, which indicate high or low probabilities of specific syndromes.